A search for children presenting with signs or symptoms of cardiac rhabdomyomas was made through members of the paediatric section of the British Cardiac Society in order to establish their birth incidence, presenting features, clinical course, and the frequency of a concurrent diagnosis of tuberous sclerosis. Fifteen children were identified and 12 had tuberous sclerosis (80%). Heart failure was the presentation in six, five of whom died; six presented because of a murmur and three because of arrhythmias. The prevalence of echocardiographic evidence of cardiac rhabdomyomas in a population of patients with tuberous sclerosis was established. Twenty individuals had echocardiography and eight had echodensities consistent with cardiac rhabdomyomas.
It is concluded that the minimum birth incidence for children presenting because of the effects of cardiac rhabdomyomas is 1/326 000 and a minimum of 80% have tuberous sclerosis. In a population of patients with tuberous sclerosis a minimum of 60% under 18 years sonically. While most rhabdomyomas are multiple, even a single lesion in infancy is very likely to be a rhabdomyoma and if other features of tuberous sclerosis are found the diagnosis is beyond reasonable doubt.
Infants with cardiac rhabdomyomas present with features related to the size and anatomical location of their tumour. Large obstructive lesions and those interfering with cardiac motility have a poor prognosis. In this study five of six cases presenting in cardiac failure died and all six had large left ventricular lesions. The surviving child is now 4 years old and asymptomatic but did require a period of ventilatory support at 2 weeks of age and had mitral valve replacement at 18 months for a lesion involving the valve. Three infants presented with symptoms related to supraventricular tachycardia and two of these had Wolff-Parkinson-White syndrome. Neonatal or fetal arrhythmias should alert the clinician to the possibility of a cardiac It has been difficult to establish the true relationship between tuberous sclerosis and this hamartoma. Early death, inadequate follow up, or incomplete evaluation may result in failure to diagnose tuberous sclerosis. In this study an association could not be confirmed in three cases. Two of these have not been completely investigated. The third case died on day one and had an otherwise normal postmortem examination including normal brain histology. Interestingly another infant with no clinical evidence of the disease and with normal brain histology had a mother and grandfather with tuberous sclerosis confirming the diagnosis.'5 Several other cases highlight diagnostic pitfalls. Woods lamp examination was normal at 1 month in an infant who was later discovered to have multiple hypomelanic macules. Another infant without hypomelanic macules has developed a shagreen patch at 19 months. The external surface of the cerebral hemispheres appeared normal in one infant who had complete malformation of several gyri with cortical tubers on histological examination.
The prevalence of cardiac rhabdomyomas in patients with tuberous sclerosis has been estimated from hospital based samples. This population study found 60% of such children and 20% of such adults to have echocardiographic evidence of tumours and the prevalence for the whole group is 40%. These figures support the work of Smith et al who found tumours in 58% of children and 18% of adults who had attended clinical genetic or paediatric neurology outpatient departments. 9 We would also agree with the difficulty in interpretation of small reflectile areas and bulky papillary muscles, particularly in adults. 16 Our study suggests that the birth incidence for cardiac rhabdomyomas in patients with tuberous sclerosis is likely to be higher than 60% as asymptomatic tumours can diminish in size and disappear echocardiographically within weeks of birth. This potential for spontaneous regression has been noted by several authors before but not to such a dramatic degree in such a short time.9 1718 It is likely that an increasing number of cardiac rhabdomyomas are going to be diagnosed antenatally. This lesion has never been shown to grow postnatally and it may be justified, in the light of our findings, to consider premature induction of labour in a fetus developing signs of cardiac failure because of a cardiac rhabdomyoma. While most rhabdomyomas appear to regress spontaneously, some infants may benefit from surgery for obstructive lesions and this should be considered at an early stage. The prevalence of mental handicap in an unbiased sample of tuberous sclerosis patients is only 38%'9 so despite a likely diagnosis of tuberous sclerosis in children presenting because of the effects of cardiac rhabdomyomas the long term outlook is that they are more often intellectually normal than not.
